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MLPA Data SummaryMLPA Data Summary

•• 1747 samples tested1747 samples tested

•• 46 positive samples (2.6%)46 positive samples (2.6%)
-- 45 deletions45 deletions
-- 1 duplication1 duplication

•• 7 7 hMLH1hMLH1 deletionsdeletions

•• 38 38 hMSH2hMSH2 deletionsdeletions

•• 1 1 hMSH2hMSH2 duplicationduplication

•• 25 failed25 failed



MLPA Data SummaryMLPA Data Summary

17471747252512121145 45 (2.6%)(2.6%)16641664TotalTotal

2302303322006 6 (2.7%)(2.7%)219219USCUSC

34734711110015 15 (4.3%)(4.3%)330330TorontoToronto

2422425500003 3 (1.3%)(1.3%)234234MayoMayo

37370000002 2 (5.4%)(5.4%)3535HawaiiHawaii
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3173171515881118 18 (6.1%)(6.1%)275275AustraliaAustralia
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11Dup 11Dup 11--1616
11Del 11Del 11--1616
11Del 9Del 9--1212
11Del 9Del 9--1010
11Del 8Del 8--1515
77Del 8Del 8
33Del 5Del 5
11Del 3Del 3--77
11Del 3Del 3

11Del 16Del 16--191911Del 2Del 2--66
11Del 5Del 577Del 1Del 1--1616
11Del 3Del 311Del 1Del 1--1111
11Del 2Del 2--6622Del 1Del 1--88
11Del 1Del 1--131366Del 1Del 1--66
11Del 1Del 1--131333Del 1Del 1--22
11Del 1Del 1--6622Del 1Del 1
nnMutationMutationnnMutationMutation
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Other FindingsOther Findings

5  (Del artifact) DNA sequence change:  5  (Del artifact) DNA sequence change:  2121
6  (Del artifact) normal on MLPA repeat:  6  (Del artifact) normal on MLPA repeat:  1313
7  (Del artifact) Southern did not confirm deletion:  7  (Del artifact) Southern did not confirm deletion:  33
8  (Del artifact) Sequencing and/or Southern ND (8  (Del artifact) Sequencing and/or Southern ND (negneg based on other similar cases):  based on other similar cases):  11

10  (Dup artifact) normal on MLPA repeat:  10  (Dup artifact) normal on MLPA repeat:  3434
11  (Dup artifact) Southern did not confirm duplication:  11  (Dup artifact) Southern did not confirm duplication:  22
12  (Dup artifact)  Sequencing and/or Southern ND (12  (Dup artifact)  Sequencing and/or Southern ND (negneg based on other similar cases):  based on other similar cases):  88

14  (14  (EqEq) single ) single exonexon del by MLPA, del by MLPA, EqEq artifact; Southern could not be performed:  artifact; Southern could not be performed:  1111
15  (15  (EqEq) Multiple ) Multiple exonsexons del by single MLPA; not enough sample for followdel by single MLPA; not enough sample for follow--up:   up:   22
16  (16  (EqEq) single ) single exonexon dup by MLPA, dup by MLPA, EqEq artifact; Southern could not be performed:  artifact; Southern could not be performed:  11



Where are we at!!Where are we at!!

•• Need to test affected family membersNeed to test affected family members
-- Need information from each of the groups to id samples Need information from each of the groups to id samples 

that have been sent.that have been sent.

•• Incorporate MSI, IHC, and results of MLH1 Incorporate MSI, IHC, and results of MLH1 
and MSH2 sequence analysisand MSH2 sequence analysis

•• Write paperWrite paper
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